[Lethal neonatal deficiency of carbamyl phosphate synthetase (author's transl)].
This is a report of a male neonate with hyperammonemia who showed progressive neurologic symptoms and pulmonary bleeding due to carbamyl phosphate synthetase deficiency. This newborn male died in coma after only 119 hours. His elder brothers died under similar circumstances in the first days of life, and a CPS-deficiency is not to be excluded. The pulmonary bleeding in the patient and in one brother caused by hyperammonemia is emphasized. In the pedigree repeated consanguinity could be detected.